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Human PTH1R genotypes 
 Litter 1 

n=10 
 Litter 2 

n=11 
Litter 3 

n=4 n Phenotype Age at death 
WT alone 1 7 0 8 no culled 

Mosaic WT plus an insertion or deletion 0 1 1 2 no culled 

Only insertion or deletion 4 0 1 5 no culled 

H223R only 2 2 0 4 yes+ 10-60 days+++ 
Mosaic H223R plus an insertion or deletion 3* 0 1 4 yes++ 4-9 months+++ 
No DNA sequence  1 1 2 unknown <10 days 

No phenotype or unknown 5 9 3 17   
Skeletal phenotype with the H223R mutation 5 2 1 8   

              

             * = two of three mosaic males (#8 and #9) were used for matings that yielded F1 pups 

  Phenotype: + = outwardly rotated/flattened paws, reduced mobility, no gain weight, paradoxical breathing 

Homozygous
WT-PTH1R

Homozygous
wt-Pth1r

i-GONAD

wt-Pth1r
WT- or mutant PTH1R

Suppl. Table 1: Homozygous “humanized” PTH1R males to generate H223R-PTH1R founders through i-GONAD 

    

Human PTH1R genotypes 
 Litter 1 

n=10 
 Litter 2 

n=11 
Litter 3 

n=4 n Phenotype Age at death 
WT alone 1 7 0 8 no culled 

Mosaic WT plus an insertion or deletion 0 1 1 2 no culled 

Only insertion or deletion 4 0 1 5 no culled 

H223R only 2 2 0 4 yes+ 10-60 days+++ 
Mosaic H223R plus an insertion or deletion 3* 0 1 4 yes++ 4-9 months+++ 
No DNA sequence  1 1 2 unknown <10 days 

No phenotype or unknown 5 9 3 17   
Skeletal phenotype with the H223R mutation 5 2 1 8   

              

             * = two of three mosaic males (#8 and #9) were used for matings that yielded F1 pups 

  Phenotype: + = outwardly rotated/flattened paws, reduced mobility, no gain weight, paradoxical breathing 



Suppl. Table 2: Mating scheme using males mosaic for H223R-PTH1R and PTH1R-del, genotypes and sex distribution of F1 pups 

- Mosaic:
H223R-PTH1R
PTH1R indel
- wt-Pth1r

Homozygous
wt-Pth1r

wt-Pth1r
wt-Pth1r
(n=51)

H223R-PTH1R
wt-Pth1r
(n-48)

PTH1R-del
wt-Pth1r
(n=2)

        

 

homozygous 
wt-Pth1r 
(males) 

homozygous 
wt-Pth1r 
(females) 

PTH1R-del 
wt-Pth1r 
(males) 

PTH1R-del 
wt-Pth1r 
(females) 

H223R-PTH1R  
wt-Pth1r 
(males) 

H223R-PTH1R 
wt-Pth1r 
(females) total 

 30 21 2 0 30 18 101 
 




